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The recent article by Preiksaitiene et al [1] gives an excellent
ground to discuss a role of distal trisomy 3q in the formation of neu-
ral tube defects (NTD).
An analysis of the literature shows 15 reported cases of cyto-
genetically conﬁrmed trisomy 3q in patients with NTD (Table 1)
[1e14]. Most affected patients had spina biﬁda (SB), although
four patients had encephalocele or its equivalent. Observation
of SB in one patient and encephalocele in her sibling with the
same imbalance [6] and association of encephalocele and SB in
the same person [1] suggests that both SB and encephalocele
may be different manifestations of the same gene(s). However,
not a single person in this group had anencephaly.
The causative gene(s) should reside within the segment
3q26.2q27. A tiny duplication of 3q25.33 in the observation byHigh-
tower et al [13] may be just a random ﬁnding not related to NTD.Table 1
Neural tube defects in patients with trisomy 3q.
Study Monosomic
segment
Trisomic segment(s) Type of neural
tube defect
Pires et al [2] d 3q12qter Partial absence
of an occipital
bone (~OE)
Wattanasirichaigoon
et al [3]
6p? 3q2qter Encephalocele
de Azevedo
Moreira et al [4]
d 3q21q27 Spina biﬁda
Fear & Briggs [5] 13q34qter 3q21qter Spina biﬁda
Schinzel 2001 [6],
Case 1
5p15.2pter 3q21qter Spina biﬁda
Schinzel 2001 [6],
Case 2
5p15.2pter 3q21qter OE
Prabhakara et al [7] 3p26pter 3q21qter Spina biﬁda
Gimelli et al [8] d Tetrasomy
3q22.3qter/nl
Spina biﬁda
Winnicka et al [9] 22q13qter 3q23qter Spina biﬁda
McCorquodale
et al [10]
d 3q24qter
(þ 13pter-q14)
Spina biﬁda
King et al [11] d 3q25.2qter/nl Spina biﬁda
Ounap et al [12] d Tetrasomy
3q25.3q29
Spina biﬁda
Hightower et al [13] 17p13.3 3q25.33 (þ tetrasomy
20q13.2)
Spina biﬁda
Preiksaitiene et al [1] 5p13.33pter 3q26.1qter Encephalocele,
spina biﬁda
Cockwell et al [14] d Tetrasomy 3q26.2qter Spina biﬁda
OE ¼ occipital encephalocele.
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(http://creativecommons.org/licenses/by-nc-nd/4.0/).In three cases, SB was found in patients with tetrasomy for the
distal part of 3q. Distal tetrasomy 3q is a very rare form of cytoge-
netic defect. Because the ratio of SB in patients with distal tetras-
omy 3q is much higher than in those with trisomy for the same
segment it looks like four copies of the causative gene(s) have a
greater chance to produce an NTD.
In total, trisomy (or tetrasomy) 3q26.2q27 may be considered as
another form of chromosomal imbalance responsible for SB and/or
occipital encephalocele.
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